Hajdu-Cheney syndrome associated with intrauterine fractures and arachnoid cysts'
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A child is described with the characteristic features of the Hajdu-Cheney syndrome, who presented at birth with multiple bone deformities due to intrauterine fractures. She later developed spinal cord compression secondary to multiple arachnoid cysts. Neither of these features has previously been described in this syndrome, in which patients usually present during their teens or later as a result of osteolysis of the digits. Case report CL is the second child of healthy, unrelated parents; her older sister is also healthy. The patient was born in 1976 after a normal, full-term delivery and weighed 2.9 kg, with good Apgar scores. Her mother was 33 years old at the time.
Multiple skeletal abnormalities were noted at birth and the patient was initially considered to have osteogenesis imperfecta. At the age of 18 months she was referred for orthopaedic assessment. Examination at that time showed (I) short stature with a length well below the 3rd centile;
(2) dolichocephaly with a wide anterior fontanelle and persistent posterior and third fontanelles; (3) distinctive facial features ( Figure 1 ) with coarse, wire-like hair and a low hair line, thick eyebrows, wide-set eyes with epicanthic f~lds, a beaked. nose with anteverted nostrils, a Wide mouth with a long philtrum, a narrow palate, and a hypopl~s!ic lower jaw; (4) generalized sk.eletal abnorma!ltles with shortening and bowing of the limbs (particularly of the distal segments), short, squat hands with short terminal phalanges, and a thoracolumbar kyphosis; (5) generaliz~d joint laxity, bilateral coxa vara, pseudo.a~throsls of the left hip and gross valgus deformities of the feet ( suture, and lambdoid sutures were widely separated, Wormian bones were prominent in the squamoparietal suture, and the sella turcica was enlarged. The long bones showed multiple old fractures, and there was aero-osteolysis of the thumb, index and little fingers ( Figure 3 ). Marked scoliosis and bilateral coxa vara were also found.
CT head scan showed an abnormal sphenoid but the brain appeared normal. Extensive haematological and biochemical investigations were all normal.
The patient has had numerous surgical procedures to correct her leg deformities. She is now able to walk with the help of calipers and a walking aid, and attends school for physically handicapped children. Her intelligence is normal. She recently developed incontinence of urine associated with incomplete emptying of the 
Discussion
The Hajdu-Cheney syndrome (aero-osteolysis syndrome; arthro-dento-osteo dysplasia) was first described by Hajdu & Kauntze in 1948 . The main features of the condition are: (I) short stature; (2) an abnormal skull with dolichocephaly associated with wormian bones and failure of ossification of the sutures; (3) a distinctive facial appearance with coarse hair, thick eyebrows, a small mandible and malocclusion with early loss of teeth; (4) generalized bone changes with demineralization and osteoporosis leading to vertebral collapse and fractures of the long bones. Osteolysis of the distal phalanges is a characteristic feature; (5) joint laxity and dislocation; and (6) hearing defects.
Perhaps the most unusual feature of the present case is the presentation at birth with limb deformities due to intrauterine fractures. Although several of the previously described cases have had a history of frequent fractures during childhood, most have not been diagnosed until their teens when they presented with pain and swelling of the fingers as a result of osteolysis which mainly affected the terminal phalanges. Only 5 of the reported cases were recognized before the age of 5 years (Brown et al. 1976 , Cheney 1965 , Weleber & Beals 1976 , Zugibe et al. 1974 , but these presented with short stature or failure to thrive associated with an unusual facial appearance. None presented as a result of fractures. The arachnoid cysts found in our patient are also a very unusual feature and do not seem to have been described previously in association with the Hajdu-Cheney syndrome.
The exact aetiology and pathogenesis of this syndrome is still unknown. Twenty-seven cases have been reported and amongst these there have been 4 families with autosomal dominant inheritance (Coigne et al. 1978 , Cheney 1965 , Elias et al. 1978 , Matisonn & Ziady 1973 . However, the majority of cases have been sporadic. A number of authors have suggested that it is due to a defect in collagen and bone formation (Brown et al. 1976 , Cheney 1965 , Greenberg & Street 1957 , Herrmann et al. 1973 . Our case shows some features in common with those of osteogenesis imperfecta, namely intrauterine fractures and multiple wormian bones in the skull. However, the slow progression of the bone changes, together with the aero-osteolysis and the distinctive facial appearance, help distinguish between the two conditions. While the general prognosis for the Hajdu-Cheney syndrome is usually quite good, the aeroosteolysis and other bone changes are slowly progressive, leading to recurrent fractures. Also, deformation of the base of the skull may lead to basilar compression with its associated neurological complications. Our patient has already had numerous bone fractures and has the additional complication of multiple arachnoid cysts which have caused cord compression, but we still do not know whether the general course of the disorder will be more rapid than usual in her case.
Florid fibrosclerotic infiltration of pelvis without ureteric obstruction' Maureen E Dalton MRCOO 2 Department of Obstetrics and Gynaecology The London Hospital (Mile End), London E1
A case is reported of a florid fibrosclerotic infiltration of'the pelvis without ureteric obstruction; previous reports of retroperitoneal fibrosis of the pelvis have all been associated with ureteric obstruction.
Case report
A 33-year-old woman was referred to the London Hospital with difficulty of micturition following an episode of acute urinary retention three months earlier which required admission to her local hospital. Examination under anaesthesia (EVA) and cystoscopy had been performed, the only abnormal finding being a slight thickening on the anterior vaginal wall. The biopsy showed chronic inflammation only, which was thought to account for her acute retention. Her difficulty with micturition continued and she was referred to the London Hospital.
Her menarche was at the age of 13. She was nulliparous and had regular normal periods. The only relevant past history was that 15 years earlier, at a routine medical examination, she was found to have a thyroid cyst; this was removed and confirmed as benign. She was never thyrotoxic. On examination the only abnormalities were a well-healed thyroidectomy scar and some suprapubic tenderness. She was virgo intacta and a rectal examination was performed which revealed a hard craggy mass anteriorly. Her intravenous 'Case presented to Section of Obstetrics and Gynaeco!ogy, 26 pyelogram was normal and she therefore had a further EVA and cystoscopy, which revealed that the mass was covered with normal healthy vaginal mucosa; the mass was also palpable in the pouch of Douglas. Cystoscopy (Professor J P Blandy) was normal except that the base of the bladder was being distorted by a mass from without.
Biopsies of the mass were sent for culture and histology: all cultures were' negative, and all biopsies showed 'a dense lymphocytic infiltration with some fibroblasts and eosinophils'. An ultrasound scan confirmed the mass in the pouch of Douglas ana a CAT scan suggested that there might be some bowel involved in the mass. Laparotomy was therefore performed: liver, spleen, kidneys, aortic and para aortic lymph nodes, small and large bowel (not involved in the mass), ureters (inspected along their length), peritoneum and ovaries were all normal. In the pelvis there was a large retroperitoneal coconutsized rubbery mass arising from the pouch of Douglas. The majority of this was removed and bilateral wedge resection of the ovaries was performed. The patient made an uneventful recovery and was discharged home.
The histology was unchanged when she was seen 8 weeks later and the mass was palpable abdominally; at a further EVA the urethra was found to be very distorted and cystoscopy was only performed with great difficulty. The mass had increased rapidly in size and the right vulva was woody hard, the vagina was very narrow and the mucosa was still normal ( Figure I) . In view of the rapid increase in size of the mass and its compression of the urethra and rectum, the patient was treated empirically with radiotherapy: 2000 rad of deep X-ray therapy was administered to her pelvis. A further EVA revealed that the mass had regressed slightly, and radiotherapy was therefore continued to a total dose of 6000 rad.
EVA two months later revealed the tumour to have regressed remarkably, there being only slight residual thickening on the anterior vaginal wall. Six months later the findings were unchanged. She has, however, undergone a radiation menopause but was otherwise well one year later.
Discussion
The diagnosis of the tumour is not certain but may represent a lymphocytic type of fibrosclerosis. Fibrosclerosis is known to occur as a secondary reaction to malignancy, infection or certain drugs. However, careful investigation has failed to reveal any predisposing factor in this case. Previous reports of retroperitoneal fibrosis confined to the pelvis have been associated with ureteric obstruction. Nasr & Van Voorhuis (1970) reported a patient with pelvic retroperitoneal
